
p.His309; c.927T>C(p.=); rs139884

HMG TAD

Lys55 

Lys357

p.Tyr83X; c.249C>A

p.Glu189X; c.565G>T

p.Tyr207X

p.Ser135Thr; c.404G>C

p.Ser451ThrfsX67; c.1352_1359del

p.Gln125X; c.373C>T

p.Val15AlafsX11; c.44_62del

p.Glu57SerfsX52; c.169delG

p.Gly266AlafsX20; c.797delG

p.Leu160_Arg161dup; c.477_482dup

p.Gln377X

p.Ser251X; c.752C>A

p.Glu359AspfsX42; c.1077_1078delGA

SOXE
Conserved

SOXE
Conserved

p.X467LysextX86; c.1399T>A

(p.Glu194GlyfsX99)

p. Arg43Gln; c.128G>A

p. Ala361Val; c.1082C>T

p. Gly413Asp; c.1238G>A 

p. His414Tyr; c.1240C>T

p. Gly413Ser; c.1237G>A 

p.X467CysextX82; c.1400_1411del

p.Gln250X; c.748C>T

p.His283LeufsX11; c.847_848insT

p.Tyr313X**

p.Gln364X; c.1090C>Tp.Pro169ArgfsX117; c.506delC

p.Ala157Val; c.470C>T

p.Arg43X; c.126_127delGCinsCT

p.Ala110LeufsX23; c.328_329delGC

p.Gln234X; c.700C>T

p.Arg261AlafsX25; c.780delG(seen 2X)

p.Gln372X; c.1114C>T

(p.Gly233_His306del)

(p.Cys71_Arg73

delinsAlaAlaAla)

c.698-2A>C

p.Ser346X

p.Asp6; c.18C>T(p.=)

pVal92Leu.; c.274G>C

p. Pro430; c.1290C>A(p.=); rs6000966

p.Asp255Asn; c.763G>A; rs5756870

p.Gly226; c.678G>T(p.=); rs17850220

p. Ala201Thr; c.601G>A; rs61756177

MELANOMA MUTATIONS

SNPS/POLYMORPHISMS

DEVELOPMENTAL MUTATIONS

SUMOYLATION SITES

PCWH

METASTATIC

PRIMARY

WS4

WS2

YDBS
PCW/ UNIQUE PHENOTYPE

p.Gln174Pro; c.521A>C

p. Ala424Val; c.1271C>T 

MOUSE MUTANTS

NLS

N
L

SNES

p.His306ThrfsX5; c.915delG 

p.Ser17CysfsX7; c.50_73delins20

p.Tyr173X;c.519C>G

p.Arg215ProfsX64; c.644_648delGGCAC

p.Ile271SerfsX15; c.811delA

p.Gly308AlafsX3; c.921delA

p.Val350CysfsX52; c.1047dupT

p.Gln399ValfsX2; c.1195_1196delCA

p.X467TyrextX86; c.1401A>C

p.Gly38GlnfsX21; c.112_131del 

p.Gly52AlafsX56; c.155delG

Adapted from Harris et al., 2010 Pigment Cell Melanoma Res
Pigment Cell Gene Resource, NHGRI, NIH

This database was last updated on January 20, 2012.
http://research.nhgri.nih.gov/pigment_cell/

(p.Gly82fsX9)

ZEBRAFISH MUTANTS (p.Val113Met)

(p.Leu138Gln)

(p.Lys353X)

p.Ser376X

p.Pro228; c.684C>T(p.=)

Lys246

p. Ser419; c.1257T>C(p.=) 

p. Trp455Gly; c.1363T>G; rs74718340

HSCR

SOX10 Coding Region Mutations

         Abbreviations: 
 p = protein 
 c = cDNA
 X = stop
 fs = frameshift
 dup = duplication
 ins = insertion
 ext = extension
 WS4 = Waardenburg syndrome 4
 PCWH = peripheral demyelinating neuropathy, central dysmyelination, Waardenburg syndrome, and Hirschsprung disease 
 HSCR  = Hirschsprung disease 
 YDBS  = Yemenite deaf-blind hypopigmentation syndrome 
 WS2   =  Waardenburg syndrome 2
*Patient harbored two SOX10 mutations, p.Lys150Asn and p.Gly321Arg
**Mutation seen 4 independent times, with cDNA changes c.938dupA, c.939C>A (2X), c.939C>G  

p.Arg43X; c.126_127delGCinsTT

p.Gly38AlafsX71; c.113delG

p.Gly38ArgfsX58; c.110-219del110
(p.Asn131Lys)

p.Trp85X; c.254G>A

c.698-2A>T

p.Asp293GlyfsX10; c.850_877dup28 
p.Glu248fsX30; c.743_744delAG 

p.Met112Ile; c.336G>C

p.Arg161His; c.482G>A

p.Arg106Trp; c.316C>T

p.Leu145Pro; c.434T>Cp.Met112Ile; c.336G>A(seen 2X)

p.Asn131His; c.391A>C

p.Lys150Asn; c.450G>C*

p.Gly321Arg; c.961G>C*

p.Pro175Arg; c.524C>G

p.Pro175Leu; c.c.524C>T

p.Pro175Ala; c.523C>G


